
NCBI	MINUTE:		Gene/Protein	&	Chemical	names,	
aliases,	synonyms	and	other	confusing	terms

2/08/2017

1

N
CBI W

ebinars

Medical	Genetics	Summaries	on	the	
NCBI	Bookshelf:

a	pharmacogenomics	resource	for	clinicians

• Closed	captioning:	www.captionedtext.com
and	enter	3239619

• The	recording,	will	be	on	our	YouTube	channel	in	the	
Webinars	playlist:	<youtube>/user/NCBINLM/playlists

• Use	the	Q&A	pod	to	ask	questions	when	you	think	of	
them.	Don’t	wait	until	the	end.

• Answers	available	after	the	webinar	linked	to	our	
Webinars	page:		<ncbi>/home/coursesandwebinars.shtml

• Materials	/	Q&A:	http://go.usa.gov/xXS6W
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Medical	Genetics	Summaries	on	
the	NCBI	Bookshelf:

a	pharmacogenomics	resource	
for	clinicians

Each	chapter	describes	information	about	a	drug,	
known	impacts	of	genetic	variation	on	drug	

response	(eg.	efficacy,	toxicity,	side	effects)	and	
actionable	information	(eg.	relevant	genetic	

testing,	how	to	interpret	test	results	to	optimize	
therapy)
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§Created	by	NCBI
§Peer	reviewed
§Updated	every	2-3	years	or	if	new	guideline	is	
released

§Freely	available	from	NCBI	Bookshelf:	
https://www.ncbi.nlm.nih.gov/books/NBK61999/

§Downloadable	as	PDF
§Links	to/from	other	NCBI	resources:	GTR,	MedGen

Concise	reviews	about	genetic	variation	and	
drug	responses,	accessible	at	the	point	of	

care

Medical	Genetics	Summaries	(MGS)
N
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NCBI	Bookshelf:	
https://www.ncbi.nlm.nih.gov/books/
NBK61999/

Standardized	format
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What	is	in	MGS?

Medical	
Genetics	
Summaries	
(MGS)

FDA	drug	
labels

Practice	
guidelines	

Pharmacogenomic	
professional	
groups	(CPIC,	
CPNDS,	DPWG)

Practice	
guidelines	

Medical	specialty	
associations	
(ACMG,	ACR,	

ASCO,	CAP,	EGAPP,	
NCCN)

PharmGKB

Literature

Experts	in	
the	field
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How	to	access	the	MGS

GTR - database	of	orderable	
clinical	and	research	genetic	
tests:	
www.ncbi.nlm.nih.gov/gtr/

MedGen - portal	to	information	
about	phenotypes	with	a	genetic	
component:	
www.ncbi.nlm.nih.gov/medgen/
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••Abacavir	Therapy	and	HLA-B*57:01 Genotype
••Allopurinol	Therapy	and	HLA-B*58:01
Genotype

••Amitriptyline	Therapy	and	CYP2D6	and	
CYP2C19	Genotype	

••Aripiprazole	Therapy	and	CYP2D6 Genotype
••Atomoxetine	Therapy	and	CYP2D6 Genotype
••Azathioprine	Therapy	and	TPMT Genotype
••Capecitabine Therapy	and	DPYD Genotype
••Carbamazepine	Therapy	and	HLA	Genotypes
••Carisoprodol Therapy	and	CYP2C19	Genotype
••Celecoxib	Therapy	and	CYP2C9 Genotype
••Clopidogrel Therapy	and	CYP2C19	Genotype
••Clozapine	Therapy	and	CYP2D6,	CYP1A2,	and	
CYP3A4 Genotypes

••Codeine	Therapy	and	CYP2D6 Genotype
••Diazepam	Therapy	and	CYP2C19 Genotype
••Esomeprazole	Therapy	and	CYP2C19
Genotype

••Fluorouracil	Therapy	and	DPYD Genotype
••Gentamicin	Therapy	and	MT-RNR1 Genotype
••Imipramine	Therapy	and	CYP2D6	and	
CYP2C19	Genotype	

••Irinotecan	Therapy	and	UGT1A1 Genotype
••Maraviroc	Therapy	and	CCR5 Genotype
••Mercaptopurine	Therapy	and	TPMT Genotype
••Metoprolol	Therapy	and	CYP2D6	Genotype
••Omeprazole	Therapy	and	CYP2C19 Genotype
••Pertuzumab	Therapy	and	ERBB2 (HER2)	
Genotype

••Phenytoin	Therapy	and	HLA-B*15:02	and	
CYP2C9 Genotypes

••Prasugrel Therapy	and	CYP	Genotype
••Propafenone Therapy	and	CYP2D6	Genotype
••Risperidone	Therapy	and	CYP2D6	Genotype
••Simeprevir	Therapy	and	IFNL3 Genotype
••Sofosbuvir Therapy	and	IFNL4	Genotype
••Tamoxifen	Therapy	and	CYP2D6 Genotype
••Thioguanine	Therapy	and	TPMT Genotype
••Thioridazine	Therapy	and	CYP2D6	Genotypes
••Tramadol	Therapy	and	CYP2D6 Genotype
••Trastuzumab	Therapy	and	ERBB2 (HER2)	
Genotype

••Venlafaxine	Therapy	and	CYP2D6 Genotype
••Warfarin	Therapy	and	the	Genotypes	CYP2C9
and	VKORC1

MGS	articles:	Genetic	variants	and	drug	responses
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Genetic	test	report
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Allele	nomenclature
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Activity	status	of	relevant	
alleles
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Codeine	therapy	recommendations	
based	on	CYP2D6	phenotype,	

adapted	from	CPIC
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Therapeutic	recommendations	
based	on	Genotype	from	
authoritative	sources
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How	to	incorporate	NCBI	
resources	in	a	clinical	setting	

• Consider	a	differential	diagnosis
• Find	clinical,	molecular	&	research	
info	on	a	condition	or	phenotype

• Use	links	to	relevant	information

• Find	a	suitable	test
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How	to	incorporate	NCBI	
resources	in	a	clinical	setting	

• Translate	lab	report	into	clinical	action:
– Therapeutic	dosing	recommendations	by	
phenotype

– Enzymatic	activity	status	of	significant	
alleles

– Assignment	of	likely	phenotype	based	on	
genotypes

– Translate	variant	terms:	HGVS,	star	allele,	
variant	description	from	the	literature,	
and	dbSNP	#	(rsid)
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MORE	INFORMATION
Medical	Genetics	Summaries:

Øhttps://www.ncbi.nlm.nih.gov/books/NBK61999/

NIH	Genetic	Testing	Registry

Øhttps://www.ncbi.nlm.nih.gov/gtr/
MedGen

Øhttps://www.ncbi.nlm.nih.gov/medgen/

NCBI	Insights	Blog:
ncbiinsights.ncbi.nlm.nih.gov

For	help	with	NCBI	resources:
info@ncbi.nlm.nih.gov

User: NCBINLM
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